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Abstract

Introduction : Congenital Adrenal Hyperplasia (CAH) is the most common cause of
ambiguous genitalia. It is a genetic disorder that occurs due to failure or disruption of the
formation of enzymes which play a role in the production of cortisol and aldosterone and can
cause fusion of the labia, clitoromegaly, and a fusion of the vagina and distal urethra.

Case Reports:A 32-year-old patient, unmarried, came to the urogynecology department complaining of
thickening of the upper genitalia that resembles male genitalia. This problem has been known to the
patient since she was 16 years old and was brought to the doctor at the age of 21 and diagnosed with
congenital adrenal hyperplasia. The patient has had menstruation since she was 14 years old, but it is
irregular. Since 8 years ago, the patient has been regularly taking hydrocortisone from an internal
medicine specialist but has never been to the obstetrics and gynecology department for 8 years, now the
patient comes to the urogynecology department because she wants to get married. When the patient
was in school, she grew up like a normal woman and have good academic abilities. In the family history,
there was no family history of congenital abnormalities. From physical examination, her height is 150 cm.
She shows the habitus of external body like a woman. On genital examination found no formation of
labia, clitoromegaly. Karyotype 46, XX. Ultrasonography found uterus and ovaries within normal limits.
Conclusion:Counseling, both surgical and non-surgical treatment with a multidisciplinary
approach, will give good results in patients with CAH. Rapid diagnosis and treatment will
provide good management for patients with CAH. Surgery in the form of reducing the size of
the clitoris (while maintaining the function of sensation), as well as expanding the vaginal
opening can help in these patients to improve the patient's quality of life.
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INTRODUCTION

Congenital adrenal hyperplasia (CAH) is the most common cause of ambiguous genitalia
and is estimated to occur in 1 in 14,000 births in the UK. The pathogenesis in most cases is 21-
hydroxylase deficiency.1 Deficiency of this enzyme results in a decrease in cortisol levels, which in
turn leads to increased secretion of adrenocorticotropic hormone (ACTH). This causes an increase
in cortisol precursor levels that is forced along the androgen pathway. In more severe forms,
aldosterone levels will also be low, which can result in salt-wasting, volume depletion,
hypotension, decreased renal blood flow, and increased renin activity. The goal of treatment in this
patient is to replace aldosterone with fludrocortisone and replace glucocorticoids to suppress
excess ACTH activity. Manifestations differ depending on the form of the disease and
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can include crises of salt excretion in the neonate and ambiguous genitalia until puberty
prematurely or virilization at puberty. However, the majority of cases are diagnosed in
neonates who are found to have genitaliaambiguous or masculinized at birth. Virilization of the
female genitalia occurs to varying degrees, causing fusion of the labia, clitoromegaly, and a
fusion of the vagina and distal urethra. Although the fertility rate in these women is lower than
normal, it does not affect the pregnancy rate.

The surgical procedure involves corrective surgery of the genitalia to separate the labia,
reduce the size of the clitoris, and separate the vagina and urethra. The goal is to establish a
feminine appearance, allow menstrual flow, maintain sexual function, and prevent urinary
tract complications in the future. This is usually done as a one-step procedure at a timebaby,
although many patients require follow-up surgery at teenager to allow menstrual flow and
allow penetration of sexual intercourse. There has been increasing controversy recently among
clinicians and patient support groups regarding the need and timing of surgery for genital
feminization. Genital surgery is associated with injury to the sensory innervation of the clitoris
and is associated with loss of sexual sensation and an increased risk of sexual dysfunction.

However, long-term data are scant and no consensus has been reached at this time.l

CASE REPORT

A 32-year-old patient, unmarried, came to the urogynecology department complaining
of thickening of the upper genitalia resembling male genitalia. This problem has been known
to the patient since he was 16 years old and was brought to the doctor at the age of 21 and
diagnosed with congenital adrenal hyperplasia. The patient claimed to have had menstruation
since he was 14 years old, but not every month and a little. Since 8 years ago, the patient
routinely took hydrocortisone from an internal medicine specialist but had never been to the
obstetrics and gynecology department for 8 years, now the patient comes to the
urogynecology department because he wants to get married. which is quite good. In the family
history, there was no family history of congenital abnormalities. From a physical examination,
his height is 150 cm. He shows the habitus of the external body like a woman. From genital
examination, pubic hair appears, enlargement of the clitoris is similar to that of a male penis.

N

Figure 1. Secondary sexual characteristics: (A) Breast, (B) Axilla
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Figure 2. Adults with congenital adrenal hyperplasia

The results of a complete hematological examination did not show any abnormalities.
Hormone examination found LH, FSH, Estradiol, Testosterone, DHEA-S, Kortisol was within
normal limits, and cytogenetic analysis revealed 46, XX, apparently a normal female karyotype.
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Figure 3. Ultrasound of the uterus and ovaries

Ultrasound showed normal uterus and ovaries. The CT scan of the abdomen showed
no abnormalities in the kidneys or pelvic organs
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DISCUSSION

Congenital adrenal hyperplasia (CAH) is an autosomal recessive disorder, resulting in
deficient adrenal cortisol production with excess adrenal androgen production. These various
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conditions hit 1 in 14,000-15,000 newborns.2” The most common form results in deficiency of

the 21-hydroxylase enzyme, diverting steroid precursors from cortisol (glucocorticoid) and

aldosterone (mineralocorticoid) production and increasing adrenal androgen biosynthesis.8

There are two clinical subtypes of CAH: nonclassical and classic. In classic CAH, 46 XX female
fetuses are virilized in utero due to their increased exposure to androgens. This results in the
development of clitoromegaly, fusion of the labioscrotal folds, and formation of the common
urogenital sinus, classified as simple virilising, or salt-wasting, in which there is also a

deficiency of adrenal aldosterone production.?"10 Adequate replacement of glucocorticoids in

affected individuals results in near-normal adrenal androgen production.4'9

This patient was diagnosed with CAH at the age of 21 years by the Department of Internal

Medicine and Endocrine Gynecology.S’11 For eight years, the patient was a regular follow-up to the

Department of Internal Medicine, but not to the Department of Endocrine Gynecology.z'12

Because the patient intended to get married, the patient came to the Urogynecology Department
with complaints of thickening resembling male genitalia in the upper genitalia and worries about
sexual problems.3'14 Because the patient was routinely controlled since 2014 until now, not much

change occurred in the size of the thickened clitoris, and there were no complaints. This is likely

because the patient has been taking hydrocortisone regularly.15
In adults and adolescents after epiphyseal closure, treatment with long-acting steroids is

recommended.'® Treatment was monitored with periodic measurements of 17-hydroxy-
progesterone, andrestenedione, and testosterone levels every 3—4 months during the pubertal

phase and 6 months to annually when the glucocorticoid dose is well established.!” The goal is to
maintain levels of these hormones that are only slightly elevated. The dose of glucocorticoids
should be increased during stressful events, labor and delivery.3 Hydrocortisone is the drug of
choice, but prednisolone or dexamethasone may also be used. The dose of hydrocortisone is12—

18 mg/m2/day, while the dose of prednisolone is 5-7.5 mg/day.4

In a biological context, the elevated androgen levels found in patients with CAH are
known to cause several problems after puberty, including menstrual disturbances, hirsutism,
and inadequate vaginal introitus. Moreover, patients may present with genital abnormalities

such as ambiguity or clitoromegaly. and requires surgical treatment.”

Women who underwent surgery reported a sexual function score of 25.13 using the
Female Sexual Function Index (maximum score, 36).18 Many patients continue to complain of
a marked decrease in clitoral sensitivity, difficulty vaginal penetration, and a low frequency of

sexual intercourse. Most of the patients were sexually active, but only 48% reported

comfortable sexual intercourse.!® Most patients (79.4%) and treating health care professionals
(71.8%) were satisfied with the surgical outcome. Vaginal stenosis is common (27%), and other
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surgical complications, such as fistulas, urinary incontinence, and urinary tract infections, are

less common, according to Almasri et al.®

(clitoreduction

In this patient, genital reconstruction was performed in the form of clitoral reduction
20
).

CONCLUSION

Counseling, management both surgical and non-surgical with a multidisciplinary

approach, will give good results in patients with CAH. Rapid diagnosis and treatment will

provide good management for patients with CAH but in these patients there are already delays

in surgical management.
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